Abstract DNA from 14 unrelated New Zealand familial hypercholesterolaemia (FH) heterozygotes, originating from the United Kingdom, was screened for mutations in exon 4 of the low density lipoprotein receptor (LDLR) gene. One patient was heterozygous for mutation D206E, which was initially identified in South Africa. The chromosomal background of this mutant allele was compatible with that described previously in Afrikaner and English patients, suggesting that this mutation originated in the United Kingdom. The 2 bp deletion in codon 206 and mutations D154N and D200G, previously reported in English FH patients, were not detected in this sample. In one of the patients, however, a new deletion of 7 bp was identified after nucleotide 581 (or 582) in exon 4 of the LDLR gene.
The new mutation identified in exon 4 involves a 7 bp deletion after nucleotide 581 (or haracteristics 582) in the LDLR gene. This mutation has iarised in the not been observed in 500 normal chromosomes iced receptor screened by heteroduplex analysis (data not )zygous FH. shown), and is consistent with the FH pheno-.R amplified type and reduced receptor function observed ligestion with in FH8. If the RNA is spliced normally, the iat FH6 was deletion can be expected to lead to a frameshift :ation. Geno-and stop codon, and the resulting truncated showed that protein is likely to be rapidly degraded in the or the SmaI cell. Further evidence for the dysfunctional --) RFLPs, nature of the deletion mutation is the fact that +-) RFLP 
